We report two cases of dyskeratosis congenita. Case 1: An 11-year-old male child presented to us with severe anemia and pancytopenia resulting in cardiac failure, in addition to the classical clinical triad including skin atrophy with mottled pigmentation, nail dystrophy, and oral leukoplakia; he also had palmoplantar keratoderma, adermatoglyphia, mucosal involvement resulting in epiphora, and urethral stricture. Urethral involvement is usually a rare presentation. Case 2: A 5-year-old female child presented with mottled pigmentation, oral leukoplakia, palmoplantar keratoderma with adermatoglyphia, delayed milestones, mental retardation, repeated skin and pulmonary infections, and dental caries along with anemia. In addition, the child had meningocoele which is so far not reported. It is very important to have high index of suspicion about cutaneous markers of dyskeratosis congenita, and its early diagnosis helps to prevent life-threatening systemic complications and to give quality of life.
Introduction
Zinsser-Cole-Engmann syndrome or dyskeratosis congenita is a rare inherited disorder characterized by atrophy, mottled pigmentation of the skin, nail dystrophy, leukoplakia, bone marrow failure, and predisposition to malignancy. It is associated with DNA instability, inherited as X-linked recessive, though autosomal dominant inheritance has also been reported. [1] Case Reports
Case 1
An 11-year-old male, born to a nonconsanguineous couple, presented with severe anemia in cardiac failure with hyperpigmentation of skin over extremities, trunk, and face for 2 years. The pigmentation initially started over both upper and lower extremities and within 2 years extended to involve trunk and face, and the nail changes appeared, gradually affecting all the 20 nails. The patient had burning sensation in the mouth and excessive watering from the left eye for 1 year. There was also history of difficulty in micturition 6 months back, for which he had undergone surgery. The patient had generalized weakness, easy fatigability, and palpitation. There was no family history of similar disorder. General physical examination revealed severe pallor and epiphora of the left eye [ Figure 1 ].
Cutaneous examination revealed fine reticulate, gray-brown pigmentation with spots of hypopigmentation in between, with atrophy of skin over the trunk, upper and lower extremities, groin, axillae, and face predominantly over the malar area and earlobes [ Figure 2 ]. Oral cavity showed whitish plaque over dorsum and lateral aspect of the tongue with blackish discoloration at the center suggestive of leukoplakia [ Figure 3 ]. Nail examination revealed dystrophy of all 20 nails with thinning, tapering, pterygium, and complete loss of nail plate in few fingers [ Figure 4a ]. Palmoplantar hyperkeratosis was present in both palms and soles, and the absence of dermatoglyphics was also observed [ Figure 4b ]. Systemic examination revealed soft systolic murmur in mitral area.
Complete hemogram showed pancytopenia. Ultrasound examination of the abdomen was normal. Fundus examination of the eyes revealed hemorrhage in inferior disc margin in the left eye. Skin biopsy showed thinning of epidermis and melanophages in the dermis. 
Case 2
A 5-year-old female child, born to nonconsanguineous couple, presented with blackish discoloration of skin over trunk and extremities, started at 1 year and gradually progressed to involve trunk, face, and upper and lower extremities. Blackish discoloration of the tongue with burning sensation was present for 1 year. Recurrent dental caries with malaligned teeth were present. There was a swelling over occipital region of scalp since birth and diagnosed as meningocoele. Recurrent episodes of upper respiratory tract and skin infections were present since birth. She also had delayed developmental milestones and was mentally subnormal.
On examination, pallor was present. Mottled pigmentation of skin was present predominantly over the neck, upper chest, and upper and lower extremities [ Figure 5 ]. Leukoplakia was present on dorsum of the tongue [ Figure 6a ]. Dental caries were present in the upper central and lateral incisors [ Figure 6b ]. Palms showed thickened skin with absence of skin creases [ Figure 7a ]. Multiple pyodermas were present on the extremities [ Figure 7b] . A solitary cystic swelling measuring 2 cm × 2 cm present over occipital region of scalp was diagnosed as meningocele [ Figure 8 ]. Fingernails showed clubbing. The child had low intelligent quotient and was not able to talk.
Complete blood count showed pancytopenia, and other investigations were normal.
Genetic analyses could not be done for both cases. Patients were referred to the pediatric department for further management.
Discussion
Zinsser-Cole-Engmann syndrome or dyskeratosis congenita is a rare disorder first described by Zinsser in 1906 and later by Cole et al. and Engmann. [2] [3] [4] Dyskeratosis congenita is usually inherited in an X-linked recessive fashion, although autosomal dominant inheritance has also been reported. [1, 5] Over 200 cases of X-linked recessive form have been reported in the literature, and 90% of them occurred in male patients. [6] A study revealed that among 92 different families across 20 countries, in 16 families, there were one or more females affected, which explains the autosomal inheritance of the disease. [7] Recently, it was reported in a Nigerian boy without any family history, which explains that the disease can also be acquired sporadically. [8] Dyskeratosis congenita is caused by missense mutations in the DKC1 gene, located at Xq28, which encodes the protein dyskerin, which interacts with the enzyme telomerase. Its dysfunction leads to chromosome instability which plays a role in tumorigenesis. [6] The essential features of the syndrome are triad of atrophy and mottled pigmentation of the skin, with some areas showing poikilodermatous changes, nail dystrophy, and oral leukoplakia. The palms and soles may be thickened and hyperhidrotic and may form bullae with trauma. [1, 6] The nail changes are usually the first to appear between 5 and 13 years, and include longitudinal ridging, splitting, pterygium, and complete loss of nail plate in some patients. [1, 6] The premalignant oral leukoplakia occurs in early adolescence, which is a pathognomonic feature, seen in 80% of patients and is associated with risk of malignancy. [9] Similar changes in the tarsal conjunctiva may obliterate the lacrimal puncta resulting in excessive lacrimation, anorectal, or urethral leukoplakia which may produce stenosis as seen in our case 1. The teeth tend to be defective and irregularly implanted, and periodontal disease and early caries are usual. [1, 6] Bone marrow failure presenting as pancytopenia occurs in 50%-90% of patients and presents in the second or third decade. Malignancies tend to develop during the third or fourth decade such as squamous cell carcinoma of mouth from area of leukoplakia, anus, cervix, vagina, esophagus, and atrophic skin. Myelodysplasia and acute myelogenous leukemia, Hodgkin's disease, and pancreatic adenocarcinoma are reported. [1, 6] 
Conclusion
In our cases, in addition to the known classical triad that is skin pigmentation, nail dystrophy, and oral leukoplakia, one child had severe anemia and pancytopenia resulting in cardiac failure, which is a common cause of mortality. Urethral stricture which is not so usual presentation, was seen in our case. A high index of suspicion and early recognition and management of blood dyscrasias, malignancies, and recurrent infections in dyskeratosis congenita are important to reduce the morbidity and mortality. The classical clinical triad and other cutaneous markers help in its early diagnosis even before the child could develop life-threatening systemic complications and hence improve the quality of life.
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